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РЕЗЮМЕ
Áîëåçíü Ëàôîðà – íàñëåäñòâåííîå çàáîëåâàíèå èç ãðóïïû ïðîãðåññèðóþùèõ ìèîêëîíè÷åñêèõ ýïè-
ëåïñèé ñ àóòîñîìíî-ðåöåññèâíûì òèïîì íàñëåäîâàíèÿ, âûçâàííîå ìóòàöèåé â ãåíàõ EPM2A (ëàôî-
ðèí) è EPM2Â (ìàëèí) áåç ôåíîòèïè÷åñêîé ðàçíèöû ìåæäó íèìè. Êëèíè÷åñêèå ïðîÿâëåíèÿ çàáî-
ëåâàíèÿ îáóñëîâëåíû íàêîïëåíèåì ñïåöèôè÷åñêèõ öèòîïëàçìàòè÷åñêèõ «àìèëîèäíûõ âêëþ÷åíèé», 
ñîñòîÿùèõ èç ïîëèãëþêîçàíîâ (àíîìàëüíî ðàçâåòâëåííàÿ ìîëåêóëà ãëèêîãåíà). Ïîëèãëþêîçàíû, èëè 
òåëüöà Ëàôîðà, îáíàðóæèâàþò â ãîëîâíîì ìîçãå, ãåïàòîöèòàõ ïå÷åíè, ñêåëåòíûõ è ñåðäå÷íîé ìûø-
öàõ, â ïðîòîêàõ ïîòîâûõ æåëåç, êîæå. Äèàãíîç óñòàíàâëèâàåòñÿ íà îñíîâàíèè íàëè÷èÿ ñåíñîðíûõ 
çðèòåëüíûõ, ãåíåðàëèçîâàííûõ òîíèêî-êëîíè÷åñêèõ è ìèîêëîíè÷åñêèõ ýïèëåïòè÷åñêèõ ïðèñòóïîâ, 
ïðîãðåññèðóþùåé äåìåíöèè è àòàêñèè, îáíàðóæåíèÿ ñïåöèôè÷åñêèõ òåëåö Ëàôîðà ïðè áèîïñèè 
ïîòîâûõ æåëåç, äàííûõ ãåíåòè÷åñêîãî òåñòèðîâàíèÿ. 
Â ñòàòüå îïèñàí êëèíè÷åñêèé ñëó÷àé áîëåçíè Ëàôîðà, âûçâàííûé ìóòàöèåé â ãåíå EPM2A (ëàôîðèí) 
ñ äåáþòîì â âîçðàñòå 11 ëåò ñ ôîêàëüíûõ ñåíñîðíûõ çðèòåëüíûõ ïðèñòóïîâ ñ äàëüíåéøèì ïðèñîå-
äèíåíèåì ãåíåðàëèçîâàííûõ òîíèêî-êëîíè÷åñêèõ è ìèîêëîíè÷åñêèõ ïðèñòóïîâ, ïðîãðåññèðîâàíèåì 
äâèãàòåëüíûõ íàðóøåíèé â âèäå àòàêñèè è íàðóøåíèÿ ïîõîäêè, ïîâåäåí÷åñêèõ è êîãíèòèâíûõ íà-
ðóøåíèé. Ïðåäñòàâëåííûé êëèíè÷åñêèé ñëó÷àé äåìîíñòðèðóåò íåîáõîäèìîñòü ïðîâåäåíèÿ äîïîëíè-
òåëüíûõ èññëåäîâàíèé, òàêèõ êàê áèîïñèÿ, ãåíåòè÷åñêîå òåñòèðîâàíèå äëÿ äèàãíîñòèêè çàáîëåâàíèé, 
ïðîòåêàþùèõ ñ ðåçèñòåíòíûìè ýïèëåïòè÷åñêèìè ïðèñòóïàìè, ïðîãðåññèðóþùèìè äâèãàòåëüíûìè è 
êîãíèòèâíûìè íàðóøåíèÿìè.
Êëþ÷åâûå ñëîâà: ïðîãðåññèðóþùàÿ ìèîêëîíè÷åñêàÿ ýïèëåïñèÿ, ìóòàöèÿ â ãåíàõ EPM2A è EPM2B, 
òåëüöà Ëàôîðà.
Êîíôëèêò èíòåðåñîâ. Àâòîðû äåêëàðèðóþò îòñóòñòâèå ÿâíûõ è ïîòåíöèàëüíûõ êîíôëèêòîâ èíòåðå-
ñîâ, ñâÿçàííûõ ñ ïóáëèêàöèåé íàñòîÿùåé ñòàòüè.
Èñòî÷íèê ôèíàíñèðîâàíèÿ. Àâòîðû çàÿâëÿþò îá îòñóòñòâèè ôèíàíñèðîâàíèÿ.
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ВВЕДЕНИЕ
Áîëåçíü Ëàôîðà (ÁË) – íàñëåäñòâåííîå çàáî-
ëåâàíèå ñ àóòîñîìíî-ðåöåññèâíûì òèïîì íàñëå-
äîâàíèÿ, âûçâàííîå ìóòàöèåé ãåíîâ EPM2A èëè 
EPM2B (NHLRC1), êîäèðóþùèõ ëàôîðèí-ñïåöè-
ôè÷åñêóþ ôîñôàòàçó è ìàëèí óáèêâèòèí E3-ëè-
ãàçó, ñîîòâåòñòâåííî, îáà ó÷àñòâóþò â ñëîæíîì 
ïóòè, ðåãóëèðóþùåì ìåòàáîëèçì ãëèêîãåíà [1–3].
Êëèíè÷åñêèå ñèìïòîìû çàáîëåâàíèÿ âûçâàíû 
íàêîïëåíèåì ñïåöèôè÷åñêèõ öèòîïëàçìàòè÷å-
ñêèõ «àìèëîèäíûõ âêëþ÷åíèé» [4], ñîñòîÿùèõ èç 
íåïðàâèëüíî ñôîðìèðîâàííûõ è íåðàñòâîðèìûõ 
ìîëåêóë ãëèêîãåíà, èçâåñòíûõ êàê ïîëèãëþêîçà-
íû [5, 6]. Ýòè ñêîïëåíèÿ ïîëèãëþêîçàíà íàçû-
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ABSTRACT
Lafora disease is a hereditary, autosomal recessive progressive myoclonus epilepsy caused by mutations 
in the EPM2A (laforin) and EPM2B (malin) genes, with no substantial genotype-phenotype differences 
between the two. Clinical manifestations of the disease are determined by the accumulation of specific 
cytoplasmic “amyloid inclusions” consisting of polyglycosans (an abnormally branched glycogen molecule). 
Polyglycosans, or Lafora bodies, are typically found in the brain, hepatocytes of the liver, skeletal and 
cardiac muscles, in the ducts of sweat glands, and in the skin. The diagnosis is made following visual, 
generalized tonic-clonic and myoclonic seizures, progressing dementia, cerebellar ataxia, detection of 
specific Lafora bodies during sweat gland biopsy and data of genetic testing. 
The article describes a clinical case of Lafora disease in a patient with disease onset at 11 years old caused 
by the mutation in the EPM2A (laforine) gene with focal sensory visual seizures with subsequent generalized 
tonic-clonic seizures, progressive motor impairments in the form of ataxia and gait abnormality as well 
as behavioral and cognitive disorders. The presented clinical case demonstrates the need for additional 
research, such as biopsy and genetic testing, for diagnosing diseases proceeding with resistant epileptic 
seizures and progressive motor and cognitive impairments.
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âàþòñÿ òåëüöàìè Ëàôîðà è îáíàðóæèâàþòñÿ âî 
âñåõ îáëàñòÿõ ìîçãà (ìîçæå÷îê, ïîäêîðêîâûå 
ÿäðà, êîðà áîëüøèõ ïîëóøàðèé, îñîáåííî â èõ 
êëåòî÷íûõ òåëàõ è äåíäðèòàõ), ãåïàòîöèòàõ ïå-
÷åíè, ñêåëåòíûõ è ñåðäå÷íîé ìûøöàõ, ïðîòîêàõ 
ïîòîâûõ æåëåç, êîæå [5, 6]. Îíè ïðåäñòàâëÿþò 
ñîáîé áàçîôèëüíûå PAS-ïîçèòèâíûå âêëþ÷åíèÿ 
â êëåòî÷íîé öèòîïëàçìå äèàìåòðîì 3–30 íì [7].
Ïåðâûå ñèìïòîìû çàáîëåâàíèÿ ïîÿâëÿþòñÿ 
â âîçðàñòå 8–19 ëåò (ïèêîì 14–16 ëåò). Ðàííèì 
ïðîÿâëåíèåì ÿâëÿþòñÿ ôîêàëüíûå ñåíñîðíûå 
çðèòåëüíûå ïðèñòóïû èëè ïðîñòûå, èëè ñëîæíûå 
çðèòåëüíûå ãàëëþöèíàöèè, êîòîðûå îòìå÷àþòñÿ 
ïðèìåðíî ó ïîëîâèíû áîëüíûõ óæå â äåáþòå çà-
áîëåâàíèÿ [8], à òàêæå ãåíåðàëèçîâàííûå òîíè-
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Случай из клинической практики
êî-êëîíè÷åñêèå ïðèñòóïû, çàòåì ïðèñîåäèíÿþòñÿ 
àáñàíñû, äðîï-àòàêè, ìèîêëîíóñ. Ìèîêëîíóñ óñè-
ëèâàåòñÿ ïðè ýìîöèÿõ, äåéñòâèÿõ èëè ôîòîñòè-
ìóëÿöèè. Ïî ìåðå ïðîãðåññèðîâàíèÿ çàáîëåâàíèÿ 
ìèîêëîíóñ ñòàíîâèòñÿ ïî÷òè ïîñòîÿííûì, ëèøàåò 
áîëüíîãî âîçìîæíîñòè ñàìîñòîÿòåëüíî ïåðåäâè-
ãàòüñÿ è ÷àñòî çàòðóäíÿåò âûÿâëåíèå àòàêñèè è 
êîîðäèíàòîðíûõ íàðóøåíèé [5, 6, 9, 10]. Óæå â 
íà÷àëüíîé ñòàäèè çàáîëåâàíèÿ çàìåòíû êîãíè-
òèâíûå ðàññòðîéñòâà: íàðóøåíèå ïàìÿòè, çàòðóä-
íåíèÿ ïðè îòâåòàõ íà âîïðîñû, çíà÷èòåëüíûå 
òðóäíîñòè â ó÷åáå, âîçìîæíû äåïðåññèâíûå ðå-
àêöèè [11, 12]. Ïî ìåðå ïðîãðåññèðîâàíèÿ ïðî-
öåññà, èíòåëëåêòóàëüíî-ìíåñòè÷åñêèå íàðóøåíèÿ 
íàðàñòàþò ñ èñõîäîì â òÿæåëóþ îðãàíè÷åñêóþ 
äåìåíöèþ. Íàáëþäàþòñÿ âûðàæåííûå íàðóøåíèÿ 
ïðàêñèñà, ãíîçèñà, êîðêîâîé ñëåïîòû è ãëóõîòû 
[1, 2, 7, 12]. Íàðàñòàåò èíâàëèäèçàöèÿ. Áîëåçíü 
Ëàôîðà ÿâëÿåòñÿ áûñòðî ïðîãðåññèðóþùèì çàáî-
ëåâàíèåì è ïðèâîäèò ê ëåòàëüíîìó èñõîäó ÷åðåç 
5–10 ëåò ïîñëå êëèíè÷åñêîãî íà÷àëà.   
Ìàãíèòíî-ðåçîíàíñíàÿ òîìîãðàôèÿ (ÌÐÒ) 
îáû÷íî íåèíôîðìàòèâíà â íà÷àëå çàáîëåâàíèÿ, â 
ðÿäå ñëó÷àåâ ìîæíî âûÿâèòü ëåãêóþ ìîçæå÷êîâóþ 
èëè êîðòèêàëüíóþ àòðîôèþ. Êðîìå òîãî, ìàãíèò-
íî-ðåçîíàíñíàÿ ñïåêòðîñêîïèÿ ìîçãà ïîêàçûâàåò 
ìåòàáîëè÷åñêèå èçìåíåíèÿ ìîçæå÷êà, áàçàëüíûõ 
ãàíãëèåâ è ëîáíîé êîðû ãîëîâíîãî ìîçãà [13, 14]. 
Èçìåíåíèÿ íà ýëåêòðîýíöåôàëîãðàììå (ÝÝÃ) ÷à-
ñòî ñîîòâåòñòâóþò êëèíè÷åñêèì ñîáûòèÿì è îòðà-
æàþò ôîêàëüíóþ èëè ãåííåðàëèçîâàííóþ ýïèàê-
òèâíîñòü áåç óõóäøåíèÿ âî ñíå [8]. Áèîïñèÿ êîæè 
ïîêàçûâàåò íàëè÷èå õàðàêòåðíûõ ïåðèîäè÷åñêèõ 
PAS-ïîçèòèâíûõ ãëèêîãåíîïîäîáíûõ âíóòðèêëå-
òî÷íûõ âêëþ÷åíèé â ìèîýïèòåëèàëüíûõ êëåòêàõ 
àïîêðèííûõ ïîòîâûõ æåëåç, à òàêæå â êëåòêàõ 
ïîòîâûõ ïðîòîêîâ [15, 16]. Ýëåêòðîííàÿ ìèêðî-
ñêîïèÿ ïîäòâåðæäàåò íàëè÷èå ôèáðèëëÿðíûõ ñêî-
ïëåíèé, òèïè÷íûõ äëÿ ïîëèãëþêîçàíîâ. Äàííûé 
äèàãíîñòè÷åñêèé ïîäõîä ïðåäëàãàåò îãðàíè÷åí-
íóþ èíâàçèâíîñòü è âûñîêóþ ÷óâñòâèòåëüíîñòü. 
Ãåíåòè÷åñêîå òåñòèðîâàíèå èìååò ðåøàþùåå çíà-
÷åíèå äëÿ ïîäòâåðæäåíèÿ äèàãíîçà, ïîñêîëüêó 
îíî âûÿâëÿåò ìóòàöèè â ãåíå EPM2A èëè EPM2B 
áîëåå ÷åì ó 95% ïàöèåíòîâ [5, 6, 17].  
КЛИНИЧЕСКИЙ СЛУЧАЙ
Áîëüíàÿ Ê., 14 ëåò, ïîñòóïèëà â äåòñêóþ êëè-
íèêó ÑèáÃÌÓ 07.05.2018 ã. ñ æàëîáàìè íà ãåíå-
ðàëèçîâàííûå òîíèêî-êëîíè÷åñêèå ïðèñòóïû ñ 
ïîòåðåé ñîçíàíèÿ äëèòåëüíîñòüþ 2–5 ìèí, ðàñ-
ïðîñòðàíåííûå ìûøå÷íûå ïîäåðãèâàíèÿ (ìèîêëî-
íèè), ìåëüêàíèå öâåòíûõ øàðèêîâ ïåðåä ãëàçàìè, 
ñíèæåíèå ïàìÿòè, òðóäíîñòè â ó÷åáå, íàðóøåíèå 
ïîõîäêè è êîîðäèíàöèè. Ñ÷èòàåò ñåáÿ áîëüíîé ñ 
2016 ã., êîãäà âïåðâûå ñëó÷èëñÿ ïðèñòóï ñóäîðîã 
ñ ïîòåðåé ñîçíàíèÿ íà ïðîãóëêå, òàêæå îòìå÷à-
ëèñü çðèòåëüíûå ïðèñòóïû â âèäå öâåòíûõ êðóãîâ 
ïåðåä ãëàçàìè. Â ýêñòðåííîì ïîðÿäêå ãîñïèòàëè-
çèðîâàíà. Ïðè ïðîâåäåíèè ÝÝÃ áûëà âûÿâëåíà 
ðåãèîíàëüíàÿ ýïèëåïòèôîðìíàÿ àêòèâíîñòü â çà-
òûëî÷íûõ îòâåäåíèÿõ. Íà ÌÐÒ ãîëîâíîãî ìîçãà 
ïàòîëîãè íå âûÿâëåíî. Áûë âûñòàâëåí äèàãíîç: 
«ôîòîñåíñèòèâíàÿ çàòûëî÷íàÿ ýïèëåïñèÿ», íà-
çíà÷åíà ïðîòèâîñóäîðîæíàÿ òåðàïèÿ âàëüïðîà-
òàìè â äîçå 500 ìã/ñóò, ñîõðàíÿëèñü çðèòåëüíûå 
ïðèñòóïû, ñ âåñíû 2017 ã. âîçîáíîâèëèñü ãåíå-
ðàëèçîâàííûå òîíèêî-êëîíè÷åñêèå ïðèñòóïû ñ 
÷àñòîòîé 1–2 â ìåñÿö, áûëà óâåëè÷åíà äîçà âàëü-
ïðîàòîâ äî 1 250 ìã/ñóò, äîáàâëåí ëåâåòèðàöåòàì 
â äîçå 1 000 ìã/ñóò. Ïðèñòóïû ñîõðàíÿëèñü.
Àíàìíåç æèçíè. Ïàöèåíòêà ðîäèëàñü â ñðîê 
ñ ìàññîé òåëà 3 500 ã, îöåíêà ïî øêàëå Àïãàð 
8–9 áàëëîâ, îò âòîðîé áåðåìåííîñòè, ïðîòåêàâ-
øåé áåç îñëîæíåíèé. Ðàííåå ïñèõîìîòîðíîå è 
ðå÷åâîå ðàçâèòèå ñîîòâåòñòâåííî âîçðàñòó. Íà-
ñëåäñòâåííîñòü ïî íåâðîëîãè÷åñêîé ïàòîëîãèè íå 
îòÿãîùåíà. Áðàò, 25 ëåò, çäîðîâ.
Ïðè èññëåäîâàíèè ñîìàòè÷åñêîãî ñòàòóñà ïà-
òîëîãèè íå îáíàðóæåíî. 
Íåâðîëîãè÷åñêèé ñòàòóñ. Ïîõîäêà àòàêòè-
÷åñêàÿ. Â ïîçå Ðîìáåðãà íåóñòîé÷èâîñòü. Ìèî-
êëîíóñ â ðóêàõ, òóëîâèùå, íåãàòèâíûé ìèîêëî-
íóñ â íîãàõ (ïðèñåäàíèÿ). Ïàëüöåíîñîâóþ ïðîáó 
âûïîëíÿåò, íî ñîõðàíÿþòñÿ ìèîêëîíèè â ðóêàõ. 
Ìèîêëîíèè ìåøàþò ïðèåìó ïèùè. Ãëàçíûå ùåëè, 
D = S. Äâèæåíèÿ ãëàçíûõ ÿáëîê â ïîëíîì îáúåìå. 
Íèñòàãìà íåò. Íîñîãóáíûå ñêëàäêè ñèììåòðè÷íû. 
Ðå÷ü çàòîðìîæåíà, äèçàðòðèÿ. Íà âîïðîñû îòâå-
÷àåò. Îòìå÷àåòñÿ èíôàíòèëüíîå ïîâåäåíèå. Òîíóñ 
â êîíå÷íîñòÿõ ñíèæåí.  Ðåôëåêñû ñ ðóê æèâûå, 
D = S, ñ íîã –  æèâûå, D = S. Ïàòîëîãè÷åñêèõ 
çíàêîâ íåò.
Äàííûå ëàáîðàòîðíûõ èññëåäîâàíèé. Â îáùåì, 
áèîõèìè÷åñêîì àíàëèçå êðîâè, ïðè èññëåäîâàíèè 
êðîâè íà èíôåêöèè, àíàëèçàõ ìî÷è ïàòîëîãèè íå 
âûÿâëåíî.
Íà ÝÝÃ îò 08.05.2018 ã. âûÿâëåíà ýïèàêòèâ-
íîñòü «ïèê-, ïîëèïèê-âîëíà» äèôôóçíî. Îòìå÷à-
åòñÿ ôîòîñåíñèòèâíîñòü.
Ó÷èòûâàÿ ïðîãðåññèðîâàíèå çàáîëåâàíèÿ (ïî-
ÿâëåíèå ðàñïðîñòðàíåííûõ ìèîêëîíèé, ñîõðàíå-
íèå ãåíåðàëèçîâàííûõ è ñåíñîðíûõ çðèòåëüíûõ 
ïðèñòóïîâ, ïðîãðåññèðîâàíèå êîãíèòèâíûõ íà-
ðóøåíèé è ýêñòðàïèðàìèäíûõ ðàññòðîéñòâ), áûë 
ïðåäïîëîæåí äèàãíîç áîëåçíè Ëàôîðà. 
Ïàöèåíòêå áûëà âûïîëíåíà áèîïñèÿ êîæíîãî 
ëîñêóòà 06.06.2018 ã. Áèîïòàò áûë íàïðàâëåí íà 
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ïàòîãèñòîëîãè÷åñêîå èññëåäîâàíèå. Ïàòîìîðôîëî-
ãè÷åñêîå èññëåäîâàíèå ïðîâîäèëîñü ïî ñòàíäàðò-
íîé ìåòîäèêå, äëÿ îêðàøèâàíèÿ ìèêðîïðåïàðàòîâ 
ïðèìåíÿëè ðàñòâîðû êðàñèòåëåé ãåìàòîêñèëèíà è 
ýîçèíà, ïðèãîòîâëåííûå ïî îáùåïðèíÿòûì ïðîïè-
ñÿì, à òàêæå ãîòîâûé íàáîð êðàñèòåëåé äëÿ ïðî-
âåäåíèÿ ØÈÊ-ðåàêöèè (ïðîèçâîäèòåëü «ÝðãîÏðî-
äàêøí», Ðîññèÿ). Ìîðôîëîãè÷åñêîå èññëåäîâàíèå 
ïðîâîäèëîñü ñ ïîìîùüþ ñâåòîâîãî ìèêðîñêîïà 
Axioscope A1 (Carl Zeiss, Ãåðìàíèÿ). Ôîòîãðàôè-
ðîâàíèå ãèñòîëîãè÷åñêèõ è ãèñòîõèìè÷åñêè îêðà-
øåííûõ ìèêðîïðåïàðàòîâ îñóùåñòâëÿëè ñ èñïîëü-
çîâàíèåì öèôðîâîé êàìåðû AxioCam MRc5 (Carl 
Zeiss, Ãåðìàíèÿ) c ïðîãðàììîé êîìïüþòåðíîé îá-
ðàáîòêè èçîáðàæåíèé AxioVision 4.6.3. Ïðè îá-
çîðíîé îêðàñêå áèîïòàòà ãåìàòîêñèëèíîì è ýîçè-
íîì èçìåíåíèé â ïîòîâûõ æåëåçàõ íå îáíàðóæåíî 
(ðèñ. 1). Îäíàêî äîïîëíèòåëüíîå ãèñòîõèìè÷åñêîå 
îêðàøèâàíèå (PAS-ðåàêöèÿ) ïîçâîëèëî âûÿâèòü 
íàëè÷èå ìíîæåñòâî ðîçîâûõ òåëåö Ëàôîðà â âèäå 
îêðóãëûõ ØÈÊ-ïîçèòèâíûõ âíóòðèöèòîïëàçìàòè-
÷åñêèõ âêëþ÷åíèé (ðèñ. 2).
Ðèñ. 1. Ïîòîâûå æåëåçû â áèîïòàòå êîæíîãî ëîñêóòà. 
Îêðàñêà ãåìàòîêñèëèíîì è ýîçèíîì. ×100 
Fig. 1. Sweat glands in the biopsy sample of a skin flap. 
Staining with hematoxylin and eosin ×100
Ðèñ. 2.  Ïîòîâûå æåëåçû â áèîïòàòå êîæíîãî ëîñêó-
òà. Îêðàñêà ðåàêòèâîì Øèôôà (PAS-ðåàêöèÿ). Â öè-
òîïëàçìå ýïèòåëèàëüíûõ êëåòîê ïîòîâûõ æåëåç îïðå-
äåëÿþòñÿ ìíîæåñòâåííûå òåëüöà Ëàôîðà. ×400
Fig. 2. Sweat glands in the biopsy sample of a skin flap. 
Staining with Schiff’s reagent (PAS reaction). In the cy-
toplasm of the sweat gland epithelial cells, multiple La-
fora bodies are detected. ×400
Áûë âûñòàâëåí äèàãíîç «áîëåçíü Ëàôîðà», êî-
òîðûé ïîäòâåðæäåí ïðîâåäåíèåì ñåêâåíèðîâàíèÿ 
ÄÍÊ ïî ïàíåëè íàñëåäñòâåííûõ ýïèëåïñèé â ëà-
áîðàòîðèè ìîëåêóëÿðíîé ïàòîëîãèè «Ãåíîìåä». 
Áûëà âûÿâëåíà ðàíåå îïèñàííàÿ ãîìîçèãîòíàÿ 
ìóòàöèÿ âî 2-ì ýêçîíå ãåíà EPM2A – ëàôîðèí 
(chr6:146007412G>A, rs137852915), ïðèâîäÿùàÿ 
ê çàìåíå àìèíîêèñëîòû â 108-é ïîçèöèè áåëêà 
(p.Arg108Cys, NM_005670.3). Ìóòàöèÿ îïèñàíà 
â ãîìîçèãîòíîé ôîðìå ó ïàöèåíòîâ ñ ïðîãðåñ-
ñèðóþùåé ìèîêëîíè÷åñêîé ýïèëåïñèåé, òèï 2À 
(OMIM: 607566#0003).
ЗАКЛЮЧЕНИЕ
Ïðåäñòàâëåííûé êëèíè÷åñêèé ñëó÷àé ïðîãðåñ-
ñèðóþùåé ìèîêëîíè÷åñêîé ôîðìû ýïèëåïñèè ñ äå- 
áþòîì â ïîäðîñòêîâîì âîçðàñòå (13 ëåò), ïðîãðåñ-
ñèðóþùèìè äâèãàòåëüíûìè, èíòåëëåêòóàëüíî-ìíå- 
ñòè÷åñêèìè, ðå÷åâûìè íàðóøåíèÿìè äåìîíñòðè-
ðóåò òðóäíîñòü äèôôåðåíöèàëüíîé äèàãíîñòèêè 
íà íà÷àëüíîì ýòàïå â ñâÿçè ñ íàëè÷èåì ïîëè-
ìîðôíûõ ïðèñòóïîâ, îòñóòñòâèåì ñïåöèôè÷åñêèõ 
èçìåíåíèé íà ÝÝÃ è ÌÐÒ ãîëîâíîãî ìîçãà Ïðè 
ïðîâåäåíèè ìîðôîëîãè÷åñêîãî èññëåäîâàíèÿ áèî- 
ïòàòà êîæíîãî ëîñêóòà ñ èñïîëüçîâàíèåì äîïîë- 
íèòåëüíîãî ãèñòîõèìè÷åñêîãî îêðàøèâàíèÿ (PAS-
ðåàêöèÿ) áûëè âûÿâëåíû ØÈÊ-ïîçèòèâíûå âíó-
òðèöèòîïëàçìàòè÷åñêèå âêëþ÷åíèÿ, ÷òî ïîçâîëè-
ëî ïîñòàâèòü äèàãíîç áîëåçíè Ëàôîðà, êîòîðûé 
áûë â äàëüíåéøåì ïîäòâåðæäåí ïðîâåäåíèåì 
ãåíåòè÷åñêîãî èññëåäîâàíèÿ – ñåêâåíèðîâàíèÿ 
ÄÍÊ. Áûëà âûÿâëåíà ìóòàöèÿ â ãåíå EPM2A – 
ëàôîðèí. Òàêèì îáðàçîì, ïðè ïîäîçðåíèè íà áî-
ëåçíü Ëàôîðà âîçìîæíà ïîñòàíîâêà äèàãíîçà ïðè 
ïðîâåäåíèè êîæíîé áèîïñèè ñ äîïîëíèòåëüíûì 
ãèñòîõèìè÷åñêèì îêðàøèâàíèåì äëÿ âûÿâëåíèÿ 
òåëåö Ëàôîðà â ïðîòîêàõ ïîòîâûõ æåëåç äî ïðî-
âåäåíèÿ ãåíåòè÷åñêîãî èññëåäîâàíèÿ, ó÷èòûâàÿ, 
÷òî äàííûé ìåòîä ÿâëÿåòñÿ ìàëîèíâàçèâíûì è 
âûñîêî÷óâñòâèòåëüíûì.
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